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the target metabolic diseases (TMDs):
TMDs are inherited metabolic diseases which are
included in newborn screening (NBS) in Japan.
The number of diseases is different in each local government
but all regions include the following:

AO)—= ) THREEINT:
IL,\%O) h:%ﬁu*ﬁio)n_tﬁ
ETDEE

Galactocemia
Hyperphenylalaninemia
Maple syrup urine disease
Homocystinuria
Citrullinemia type 1
Argininosuccinic aciduria
Methylmalonic acidemia
Propionic acidemia
Isovaleric acidemia
Methylcrotonylglycinuria
3-hydroxy-3-methylglutaric acidemia
Multiple carboxylase deficiency
Glutaric acidemia type 1
MCAD deficiency
VLCAD deficiency
TFP deficiency
CPT1 deficiency
CPT2 deficiency

I B RZREREZRARR/NEREF
EHESE, REHE

Methods: Methods:
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. . &E A 74.5%
i HRSmEE S y gene, 74.5%
mEE TAO—TYTHER~DSMEE Detected /
ﬂgb ”@f mutations at
THeR RAXd .
E2=30) EREEAMLT fEEy unexpected
EEER gene, 1.5%
HEREE
ComRER
TAO—FITHE

18




Disease Case
Hyperphenylalaninemia 18
Propionic acidemia 18
... Methylcrotonylgycinuria 12 Di
Maplo Syrup urine 1 isease cases
Methyimalonic acidemie 10 Glutaric acidemia type 2 7
MCAD deficiency 9 Systemic primary carnitine deficiency 5
VLOAD deficloncy 8 Galactosemia 5
OTC deficiency 7 -
Homocystinuria 4 CPT2 deficiency 1
Multiple carboxylase deficiency 2 GSD 1
Citrullinaemia type 1 2 HSD10 disease 0
CPT1 deficiency 2 N . A
- Methylglutaconic aciduria 0
Carbamoylphosphate synthetase deficiency 1 - -
Urea Cycle Disease 1 B —ketothiolase deficiency 0
Argininosuccinic aciduria 1 CACT deficiency 0
HMG-CoA lyase deficiency 0 Citrin deficiency 0
Trifunctional protein deficienc 0
b - Total 19
Glutaric acidemia type 1 0
N-acetylglutamate synthetase deficiency 0
Isovaleric aciddaemia 0
Total 106
o o
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bivhiE DA F »BT) 1AL F »BT) 2016071 L i o0 Y30
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EOFTErE 8 2016104 PCCB Y435C Y435C
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it 2015014 PCCB T4281 Y435C
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* genotype-phenotype correlation 1R D EFE
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Thiboonboon K, et al. An economic evaluation of neonatal screening for inborn errors
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Shiroiwa T. et al., Comparison of EQ-5D scores among anthracycline-containing
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